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Cunppom [layHa — Han6Gonee yacTas, XOpOLLO AMarHoCTUpyemas U BeCbMa U3y4YeHHas ayTOCOMHasi Tpucomusi. Puck poxxaenus
peb6eHKa ¢ NoAo6HLIM CUHAPOMOM Y XEHLLUUH hepTunbHOro Bo3pacta (16-39 net) coctasnsiet go 0,54 % u Bo3pacrtaet Ao 4,2 %
y XeHLWuH cTapiue 45 nert.

leHeTu4eckas npuuvHa cuHapoma layHa 6bina yctaHosneHa Jle-
XeHoMm (Jerome Lejeune) v ero konneramu, KOTopble MAEHTUN-
LMpoBanu SOMOMHUTENbHYI0 21-t0 XpOMOCOMY Y AEBATU OeTew ¢
9TUM CWMHAPOMOM. Yallle 310 pe3ynksTaT MonHoWk TpUucoMmm 21-i
XPOMOCOMBbI, BO3HUWKLLIEV NMPU HEPACXOXAEHUM XPOMOCOM B rame-
ToreHese. 3Ha4MTeNbHO pexe BCTPEYAKOTCH TPaHCNOKALMOHHbIE
hopMmbl (B Takmx cryyasx HeobXoarmo XPOMOCOMHOE WMCCneno-
BaHWe poauTenen npu niaHupoBaHWu nocnegytoLlen 6epemeH-
HOCTH), @ TaKXe MO3aNYHbIE.

O6bI4HO cHapom [layHa 6biBaeT 3anofo3peH y pebeHka npu
POXAEHUN UNW B HEOHATamNbHbIN Nepuog. Y rny60oKo HEAOHOLLEH-
HbIX HOBOPOX[EHHbIX AMArHOCTUKa CMHAPOMA MOXET BbITb MO3A-
Hel. Ecnu cvHOpoM BbISIBNIEH @HTEHATaNbHO, PELLEHUE O NPOSIOH-
rMpoBaHWUy 6epeMeHHOCTU MPUHUMAET CEeMbS.

MN3BecTHble heHoTUNMYEeCKNe NpusHaku cuHapoma [ayHa
pa3HoobpasHbl. xoH JlaHrgoH JayH onvcan aTOT CMHAPOM Kak
YMCTBEHHYIO OTCTaNOCTb Y NALMEHTOB C BbICOKOW YYBCTBUTENb-
HOCTBIO K MH(DEKLUMAM U HU3KOW MPOAOIKUTENBHOCTBIO XXU3HU.
[lBa NoCTOsIHHbIX Npu3Haka cuHapoma [layHa — yMCTBEHHas OT-
CTanocTb U HeoHaTanbHas rMNOTOHUSA — MOFYT COYETaTbCst C LUM-
POKMM CMEKTPOM [APYrux aHOManwii, TaKux Kak BPOXAEHHbIe
MOPOKM CepAaua, XenyAo4HO-KULLEYHOTO TpakTa, 3HAOKPUHHbIE
1 rematonoruyeckme AUCyHKUMKM, 3agepxka pocTa C KpaHuo-
dhaumanbHbIMM aHOManuAMK, MUKpoLiedanven n neuxmaTpuyec-
Kumu cumntomamu (Korenberg, et al., 1994). B 10 xe Bpems cos-
CeM He 0643aTenbHO NPUCYTCTBIME BCEX ONUCAHHBIX aHOManuii B
KaXO0M KOHKPETHOM pebeHkKe.

KOrHWTVBHBI YpOBEHb HOBOPOXEHHBIX C CMHAPOMOM [layHa
MOXeT OblTb OTHOCUTENbHO BbiCOKMM (IQ 70 K cTaHZapTHOMY
IQ HoBopoxaeHHbIX 80) (Carr, 1995); oTMe4aeTca HU3KUIA Temn
pasBuTUsl, a He MOTEPS YXe NPUOBPETEHHbIX HaBbIkoB. OTcTaBa-
HWE B NCUXOMOTOPHOM Pa3BUTUM 06bIHHO YBENMYUBAETCS HA NOM-
Mecsla C KaxabiM MecsLeM XpOHOJIOrMYeckoro Bo3pacTta
(Hauser-Cram et al., 2001). OedeKTbl B 9KCNPECCUBHON peyn
1 CHUXEHUE UHTENNEKTYaNbHOrO pa3BUTUs NpeobniafatoT B paH-
HEM 1 CPeAHEM [OLLIKONbLHOM BO3pacTe, NPMHMMas BO BHUMaHVe,
4TO HeBepbarbHble, coLMasbHble U UrPOBble NPUOBPETEHHbIE Ha-
BbIKM OCTAOTCS OTHOCWTENbHO MOCTOSHHBIMM (Sigman & Ruskin,
1999). K Tomy Xe, C ynyyLeHnemM MegvLMHCKON MOMOLLM MOBbI-
LLaeTCs CpeaHss NPOAOIKUTENbHOCTb XU3HW Ntofen ¢ CUHAPO-
mom [layHa, ot 25 net ¢ 1983 o 49 net B 1997, 1 B cpefHeM yBe-
nnMymBaeTcs exeropHo Ha 1,7 roga (Young, 2002).

PocT u passutue

[etwn ¢ cuHgpomom [layHa MMEIOT HU3KMe TeMrbl pocTa ¢ poxae-
HUA 1 0O 3aBEPLLEHNS Neproaa pocTa, ¢ Hanbonee HU3KMMM no-
Kasatensmu B MnageH4ecTBe M HOCTU. MNpuynHa 3amepxku
pocTta He AcHa. B cpegHeMm, pocT XeHWwwH 145 cm, a MyX4uH —
157 cM. OTMeYeHo, 4TOo JeTu ¢ cuHApPoMoM [layHa, BOCnMTbIBaLD-
LMECH B CEMBSX, BblLLe CBEPCTHWUKOB, HAXOLALLMXCA B crieuuant-
3MpOBaHHbIX y4pexaeHusx. K rogy y Takux OeTer oTmevaetcs
yBENMYEHWe nokKasaTenei cpegHero Beca no OTHOLLEHWIO K poC-
TY, @ Ype3aMepHbIl BEC — CyLLeCTBEHHas npobsiema y B3pOoChbIX C
cuHgpomomM [ayHa.

CeppaeyHo-cocyaucTasn cuctema

OpHOM 13 OCHOBHbIX MPUYWMH PaHHE CMEPTHOCTU AeTelt C CUH-
gpomom [layHa fBNsOTCS BPOXAEHHbIE MOPOKM CepAaua, YacToTa
KOTOpbIX, MO AaHHbIM NuTepaTtypbl, gocturaet 50%.

Cpepv nopokos cepfLa Hanbornee 4acto BCTpevaeTcs nepu-
MeMOPaHO3HbIA AedeKT MeXKenyno4KoBOW neperopoaku, nep-
CUCTUPYIOLLMIA apTepuanbHbIi NPOTOK, AedeKT Mexnpeacepa-
HOW Neperopoakun, O6LLUMIA OTKPbITbIA aTPUMOBEHTPUKYNAPHBINA
kaHan (ABK), TeTpapga ®anno v gpyrue nopoku, cocTaBnsioLme
meHee 1 %.

Ocoby10 ponb UrpaeT paHHAs AUarHoCTKa BPOXAEHHBIX Mo-
pOKOB cepAua, Npy 3TOM 0653aTeNbHLIM ABASETCA NPoBefeHne
yNbTPACOHOrpathn4ecKoro 06¢cnefoBaHns U CBOEBPEMEHHOE (1O
pas3BUTWA TAXENON HEAOCTATOMHOCTM KPOBOOOPALLIEHNS) Ha3Ha-
YeHWe KOHCepBaTUBHOIO IeYEeHWs UNK NPoOBEAEHNe Xu1pypruyec-
KOW KOppeKLmn.

Y B3poCHbIX ¢ CUHAPOMOM [layHa npu OTCYTCTBUM NATONOrn
cepAua B aHamHe3e BO3MOXHO BO3HVKHOBEHME MPUOBPETEHHbIX
3aboneBaHuii, B TOM YucCne nponanca MUTpanbHOro KnanaHa
C HapacTaH1eMm ero HefoCTaTo4HOCTU. Takxe Heobxoanma npo-
dunakTrka 6akTepuanbHOro SHAOKapAMTa Yy NauMeHToB ¢ MUT-
panbHOM peryprutaumei 1 0CO6EHHO NepeHeCLUMX onepaTuBHOe
BMeELLaTeNbCTBO.

Cnyx, 3peHue, anHo3 BO CHe

Borblue NnonoBuHbLI B3poChbIX ¢ cMHOpPOMOM [ayHa cTpafarT
KOHAYKTUBHOW UMW HEPOCEHCOPHOM TYroyxocTbio. Jltoaun ¢ Heau-




arHOCTMPOBAHHbLIM CHUXXEHUEM ClyXa WUCMbITLIBAIOT MOBbILLEH-
Hble TPYBHOCTU B 0BYHEHUU U MPU B3aMMOLEWCTBUM C OKpY>Xato-
LMK, [Ins CBOEBPEMEHHOTO BbISIBNIEHWS MPOBGSIEM CO CYXOM ay-
LOMOMETPUYECKOe UCCNefoBaHNE HEOBXOAMMO MPOBOAUTL He
pexe opHoro pasa B aea roga (Galley, 2005).

AnHO3 BO CHe (06CTPYKTUBHOE) BCTPEYAETCA MOYTM Y MOMOBU-
Hbl Ntofielt ¢ cuHapoMoM [layHa 1 He BCeraa Bpadamm auarHocTu-
pyeTcs. Xpan BO CHe, COHMMBOCTb, COH B HEOObI4HbIX MOMOXEHU-
fX (Ha XMBOTE C MOAOrHYTBIMW KOMEHAMMU) MOryT ObITh
npu3Hakamm anHoa. B aTom cnyyae He 060iTUCL 6€3 OTONAPUH-
ronormyeckoro o6cnefoBaHus U UCCNEROBaHUS CHa Ans Npepo-
TBPALLIEHNS TaKUX OCNIOXHEHWUI, KaK NeroyHas runepTeHavs v ne-
roYyHoe cepaLe.

OdpranbMonormyeckoe o6cnefoBaHme Noka3aHo BCEM [ETAM
€)XerogHo, a B3pocnbiM ¢ CMHAPOMOM [layHa — ofvH pa3 B fBa
ropa (Galley, 2005).

MMMyHOHOFW-IECKMe acCneKTbl

Jltopm ¢ cuHgpomom [layHa 4acTo UMEIOT [eUNT Kak KIETOYHO-
ro, Tak ¥ rymopanbHoro MMMyHuTeTa. MNaumneHTsl ¢ YacTbIMK WH-
TEPKYPEHTHbIMM 3a60NEBAHNAMU [OMXHbI ObITb KOHCYNETUPOBA-
Hbl UMMyHOMOrom. JeduunT KNeTo4HOro UMMyHUTETa MrpaeT
6ONbLLYIO POSib B PA3BUTUM TMHTMBUTA, NEPUOROHTATA C NOTEPEN
3y60B.

AncyHKUMM LIUTOBUAHOW Xenesbl

[MnoTMpeos, BKNoYas BPOXAEHHbINA, BCTPEYAETCs NPUMEpHO
y 10-40 % niogeit ¢ cuHgpomom [ayHa (Galley, 2005). HeoHa-
TaNbHbIA CKPUHUHT O4YEHb BaXeH, MpWHUMasi BO BHAMaHUE TO
06CTOATENBCTBO, YTO KIMHUYECKOrO OCMOTPa MOXET ObiTb He-
[OCTaTO4HO, Y4MTbIBAsA CNOXHOCTb AMArHOCTUKM rMnoTupeosa
y feTell ¢ cMHApoMoM [layHa YacTUYHO U3-3a HaNOXeHUst Npu3-
HakoB. Y B3pocrbIx ¢ cuHApoMOoM [ayHa runoTrpeo3 MOXET npo-
TekaTb NoL Mackom Apyrux 3abonesaHuii, No3TOMy onpashaH
€XerofHblii KOHTPOSb YPOBHEN TUPEOUAHBIX FOPMOHOB. JleveHne
CYGKIMHUYECKOrO rMMNoTUPeo3a (MOBbILLEHWE YPOBHS TUPEOTPON-
Horo ropmoHa (TTI) npy HOpManbHbIX 3HaYeHUsX T4) cropHo.

OnuncaHa B3aMMOCBA3b CYOKIIMHUYECKOrO MMNoTMpeo3a C runo-
LMHKeMMen 1 Hopmanusauusa nokasatenen TTI npu BocnosHe-
HUM geduuuta umHKa. MoBbIleHHas YactoTa nNprobpeTeHHbIX
60Me3HeN LLIMTOBUOHON Xenesbl npuxoautcs Ha Bodpact 30-50
net (Smith D.S., 2001).

Cna6ocTb CBA30YHOrO annapara

M3BecTHO, YTO y NtoAei ¢ cuHgpoMom [layHa crnabbii CBA304HbIV
annapar, 4T0 MOXET NPUBOANTb K TaKUM HapyLLEHWUSM, Kak nroc-
KOCTOMMe, CKONIMO3 M HEYCTOMYMBOCTb KOJIEHHbIX CYCTaBOB.
Mpu3Hakn atnaHToakcuanbHOW HeCTabuIbHOCTU BCTpedvaeTcs
npumepHo y 13 % B3pochbIx ¢ cuHapoMom [layHa, npu 9TOM Knu-
HUYECKMe CUMNTOMbI OTMeYaroTCs MeHee Yemy 1,5 % (B 3Tux cny-
yanx TpebyeTcsa Xvpypruyeckoe BMeELLATeNbCTBo). HecMoTps Ha
TO, YTO Habt0AEHUE NALMEHTOB C 6ECCUMMTOMHON aTNaHToaKCH-
anbHOWM HECTABUNBHOCTbIO CMOPHO, OCTOPOXHOCTb U, BO3MOXHO,
yxof u3 cnopTa, npegycmarpusatoLiero crubanve Lwew (Han-
puMep, NPbKKU B BOZy), B 0BLLEM, PEKOMEHA0BaHbI. PeHTreHo-
NOTMYECKNIA CKPUHWHI aTiaHToaKCcManbHOM HEeCTabubHOCTM
nokKasaH BCEM, XenarwLum y4acTBoBaTb B cneumanbHbix Onum-
MUIACKMX Urpax.

PenpoaykTtusHoe 340poBbe

JKeHLwmHbI ¢ cuHapomom [layHa MoryT umeTb geteit (Van Dyke
et al., 1995). Puck poxzeHus y Hux pebeHka ¢ cuHgpomom [ay-
Ha cocTasnsfeT 50 %, 0fHaKo 3Ha4YMTESNIbHO BbILLE PUCK Pas3BUTUS
LPYrvX BPOXAEHHbIX aHOManui y AeTell OT XEHLUMH C CUHOPO-
mMom [layHa.

My>4uHbI ¢ cuHapoMoM [layHa 6ecnnofHsl. [o4Th y nonosu-
Hbl 3 HVX BCTPEYAETCS M’MNOroHaAy3M U KpUNTOPXM3M, Npu 3TOM
M3BECTHO O MOBbLILLEHHOM PUCKE Pa3BUTWA TECTUKYNAPHBIX rep-
MWUHATUBHBIX ONyX0new.

YMCTBEHHOe 3[40pOBbe

CoueTaHue cuHgpoma [ayHa u 6onesHn Anbureiimepa npeg-
CTaBnAEeT AN Bpaya CNOXHYI 3aaady, Kak B AUarHOCTUYECKOM,
Tak 1 B neyebHOM nnaHe. KnuHnyeckas kaptuHa 6onesHun AnbL-
reimMepa y nogei ¢ cuHgpomom [layHa [OCTaTOYHO COXHas,
yynTbIBaA MpPemMoponOHOE CHUXEHWE KOTHUTMBHBIX (DYHKLWNA
1 aTUNUYHOCTb CUMMNTOMATMKM.

Mo gaHHbIM NCCNeROBaHNA, CPeaHWA BO3pacT MaHudecTaLmm
60ne3H1 AnbLreiiMepa y B3pOChbIx ¢ CUHAPOMOM [layHa cocTas-
nset 54,2 + 6,1 roga. lNo pacnpocTpaHeHHOCTU 60M1e3HN AfbLi-
reiimepa cpefy niogei ¢ cuHgpomom [ayHa B nutepatype npu-
BOAATCA pas3finyHble AaHHble — OT 6 40 75 %.

[ns usyyeHns 3Toit Npo6nemMbl HEO6X0ANMO BONbLLIOE KOMW-
4EeCTBO HayuHbIX MCCNefoBaHMIA, 0COGEHHO MO NEYEHNo 6ONE3HM
Anburenmepa y nuu ¢ cuHgpomom JayHa.

B HacTosiLLee Bpems U3yyaeTcs LenecoobpasHocTb NpoTUBO-
BOCMaNNTENLHOM Tepanum, MPUMEHEHNS 3CTPOTEHOB Y UHMUOUTO-
POB CceKpeTas (4To0 MOXET NpedynpeanTb OTIOXeHVe b-amunonaa
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1 TakMm 06pa3oM OCTaHOBWTL pa3suTue 6onesHu AnburenmMepa).
M3yyatoTcsi BOBMOXHOCTY NpUMeEHeHUst BuTammHos C u E.

YXe npoBOAATCS UCCNefoBaHus No npogunakTuiyeckomy
1CMONb30BaHNI0 MHIMOUTOPOB aLETUNXONMHACTEPA3bl NP CUHA-
pome [dayHa n 6onesnn Anburenimepa, 0OfHako 3TOT MeTof Tpe-
6yeT 6oree rnyoboKon OLEHKM.

* k %k

Kak nokasbiBaeT 3apy6exHbli OMbIT, yy4LlleHne MeguumHe-
KO MOMOLLM AETAM 1 B3POCHbIM C cUHAPOMOM [dayHa no3sonuno
B 3HAYUTENBHOW CTEMEHW MOBLICUTL KA4ECTBO W MPOJOIKUTENb-
HOCTb WX XW3HW. BHUMaTenbHbIN NOAXoA, CBOEBPEMEHHAsA MO-
MOLLb, a rnaBHoe, NPodunakTvKa ConyTCTBYOLWMX 3a601eBaHUN
No3BONAT AETHM W B3POCIbIM C 3TUM CUHAPOMOM MakCUMasbHO
peann3oBatb CBOV MOTeHLMar.

B HacTosLeM 0630pe 6bi1 NPeacTaBfeH NULLb KpaTKUA nepe-
YeHb CaMblX YaCTbIX MPOBIEM, C KOTOPbIMU MOFYT CTaNKMBaTLCA
neavaTpebl U TepaneBTbl. B nocnepytoLwmx Homepax Mbl Hamepe-
Hbl NOAPOBHEe paccMOTpeTb Hanbonee BaxHble MeAMLMHCKUE
acrnekTbl C yKa3aHWeM naToreHesa, crocoboB feyeHns, a rnas-
HOe, BO3MOXHbIX METOL0B NPOUNAKTHKM.
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